Source/Description: A polymorphic region consisting of repeats of the dinucleotide (GT), was identified with a (CA), 0 oligonucleotide probe in a cosmid (1) containing the KM. 19 and CS.7 probe fragments near the CFTR gene (2). A fragment containing the polymorphic region, and lying approximately 3 kb centromeric to the CS.7 probe fragment (3), was cloned and sequenced (EMBL # X60680) to reveal the exact nature of the repeat and its flanking sequence.
Primer Sequences: Comments: General amplification conditions were previously described (4), but we used 0.4 /*M of each primer (GH425 and GH 426) plus 10 nM -y-32 P-ATP kinased GH425. Samples were amplified for 22 cycles at 94°C for 10s, 60°C for 10s, and 74°C for 10s, with a final incubation at 74°C for 5 m. PCR products were analyzed on a 6% denaturing polyacrylamide sequencing gel run at 60W for 2.5 hours. The 109 bp allele contains 19 (GT) repeats. Some individuals from CF families were also analyzed. Among ten chromosomes harboring the AF508 mutation, six contained the 121 bp allele, three the 123 bp allele, and one the 119 bp allele. The AF508 mutation has also been found by others to be associated with more than one allele of a polymorphic dinucleotide repeat region within the CFTR gene (5). Polymorphism: Banl digestion gives a two allele polymorphism with bands at 2.2 kb and 1.6 kb along with a constant band at 1.7 kb. Chromosomal Localization: This probe has been localized to 9q34 (2).
Mendelian Inheritance: Co-dominant segregation pattern has been observed in 12 families (176 individuals).
Probe Availability: Contact T. Bech-Hansen.
Other Comments: TaqI polymorphism has previously been reported (1).
